Introduction
Methylmalonic acidemia refers to a group of organic acidemias characterized by elevation of methylmalonic acid in blood and urine. Isolated CoA-epimerase (MCEE). We describe an Indian child with methylmalonic acidemia (cblA type, MMAA) (OMIM 251100) describing the natural history and novel mutations in MMAA gene (OMIM 607481).
Case Report
One-and-a-half year old girl, born to non-consanguineous parents presented with sudden onset of protracted vomiting and unconsciousness of two days duration. She did not have fever. She was apparently asymptomatic till then. She had attained developmental milestones appropriately. She was able to walk independently, scribble, show few body parts and was able to speak a few meaningful words. Her growth was subnormal with both weight (7.4 kg) and length (76 cm) being less than third centile for age. On examination, her Glasgow Coma We report on a girl with methylmalonic acidemia, cblA type with a novel homozygous mutation and describe the clinical phenotype and response to therapy.
100 mg/dL (more than or equal to two thirds of blood sugar) and CSF protein was 54 mg/dL (10-20 mg/dL). Arterial blood gas analysis revealed a pH of 7.073 (7.35-7.45), SIFT predicts whether an amino acid substitution affects protein function based on sequence homology and the physical properties of amino acids. [2] Polyphen predicts the amino acid substitution based on the structure and function of a human protein using straightforward physical and comparative considerations. [3] The missense mutation was submitted to SIFT (http://sift.jcvi.org/) and During her mother's subsequent pregnancy, prenatal diagnosis was done at 12 weeks of gestation.
Same mutation was confirmed in the fetus in homozygous state and she discontinued the pregnancy.
Discussion
We describe an Indian child with methylmalonic acidemia cblA type. We report the natural history and outcome during a period of follow up of more than five years. We identified a mutation in homozygous state in the proband and heterozygosity for the same mutation in mother. To the best of our knowledge, the mutation described in this patient has not been reported earlier Limited number of reports on Indian patients with methylmalonic acidemia is available. [4, 5] However we could find only one earlier report on mutation analysis of methylmalonic acidemia cblC type. [6] We did not find any mutation reported in Indian patients with methylmalonic acidemia cblA type in the literature. We describe here a novel c.833G > A mutation in an Indian family with methylmalonic acidemia type cblA and prenatal diagnosis. We also give an account of phenotype of the patient. 
